Klinefelter's Syndrome (XXXXY Variant) S Blatch MB (for H M T Coles MD DCH) W J, boy, born March 1959, to a 30-year-old mother and 32-year-old father, after a 40-week gestation complicated by two threatened miscarriages at 31 and 41 months. He weighed 5 lb 4 oz at birth. At 2 months he presented with screaming attacks, and was found to have a systolic murmur with cardiomegaly and Hb of 60 %. Amemia persisted until 3 years. Investigations suggested folic acid deficiency and the anemia responded to appropriate therapy.
When 7 months old he was noted to be floppy and physically retarded, with a head circumference of 40 cm. His physical development has remained slow. He sat up at 1 year, walked at 21, and at 5 years still has a limited single word vocabulary.
Physical examination at 3 years showed he was still a markedly retarded male, with facies suggestive of mongolismhe had a mongoloid slant to the eyes with epicanthic folds and marked hypertelorism and a head circumference of 47 cm. There is a systolic cardiac murmur, but no cardiomegaly. The genitalia appear normal. There is a left simian line with incurving of both little fingers. Pronation and supination of both forearms is normal.
Chromosomal studies (Dr R G Chitham): Buccal cells were 3 chromatin bodies and chromosome studies showed 49 chromosomes (Fig 1) the 3 extra being of the 6-12 group. The case was concluded to be XXXXY Klinefelter's syndrome.
Radiological studies showed retarded bone age with abnormal sequence of ossification centres, and pseudo-epiphyses; the pelvis was normal; there was marked genu valgum and the middle phalanges of the fifth fingers were small.
Family history: Father, mother and four siblings are normal; all except the mother have incurved fifth fingers. A nephew on the father's side is reported to be mentally retarded. The mother and the youngest two sisters are chromatin positive and Xga positive.
Comment
This child appears to be the tenth case so far recorded of XXXXY Klinefelter's syndrome. A comparison of his clinical features with those of the other 9 recorded cases is summarized below: The unusual feature with W J, so far not reported, is the nutritional anwmia responsive to folic acid. In other respects his physical findings are similar to previous recorded cases. There are still further chromosome studies to be carried out on the father to determine the form of chromosomal inheritance in this case.
The following cases were also shown: Primary Hyperparathyroidism presenting with Urinary Calculi Dr S M Tucker (for Dr U James) 
